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disorders  can  easily  be  recognised  by  characteristic  iris 
changes. This review discusses changes in the iris, visible 






















GENERAL IRIS DISORDERS. 
Glaucoma,  uveitis,  conjunctivitis  and  iritis  may  all  be 
discernable by ocular examination. Most of these disorders 
























sub-band  23)  . Affected  individuals  have  a  characteristic 
phenotype including a recognisable facial appearance, and 
typical  behavioural  traits  (including  moderate  learning 
difficulties), along with hypercalcaemia in childhood. The 
Williams  syndrome  iris  is  described  as  ‘stellate’    lace-





ocular  coloboma  and  anal  atresia).  Such  abnormalities 
should prompt investigations for a chromosome karyotype 




























dominant  causes  of  dislocated  or  abnormal  lens  include 
familial ectopia lentis, and Weill-Marchesani syndrome. 
Neurofibromatosis  type  I,  a  neurocutaneous  disorder 
causing  pigmentation  of  the  skin  (café  au  lait  spots,  and 
skin  neurofibromas),  may  exhibit  clumps  of  pigment 

































producing  a  build  up  of  mucopolysaccharide  within  the 
cornea making the iris appear cloudy (figure 14). Enzyme 
replacement  therapy  started  early  will  improve  lifespan. 
Cystinosis may cause crystals to build up in the overlying 
layers,  as  does  Wilson  disease  with  abnormal  copper 
metabolism.  Characteristic  Kayser-Fleischer  rings  (figure 
15) may be detectable and treatment initiated. Patients with 






problems,  may  present  with  childhood  unsteadiness,  and 






Sex  linked  recessive  disorders  usually  only  affect  males 
as  females  have  two  X  chromosomes  (46XX  karyotype) 





Y  chromosome  generally  has  different  genes  from  the 
X  chromosome.  Lowe  syndrome  –  (oculocerebrorenal 
syndrome)  –  a  disorder  causing  renal  abnormalities  and 







Epibulbar  dermoids  –  white-grey  fleshy  overgrowths 






























mutation,  other  at  risk  family  members  can  be  offered 





Early  clinical  diagnosis  of  genetic  disorders  can  allow 
accurate advice to be given to families and molecular genetic 
testing may allow better management and treatment options 
in patients. A brief examination of the iris may give a clue to 
diagnosis.
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Fig 23. Autosomal dominant family tree. 
Affected cases are shaded.